The late 19th century term 'amaurotic family idiocy' was used to describe progressive neurological diseases of childhood which had several features in common. Each was described by age of onset and was associated with psychomotor retardation, convulsions, visual failure, and fatal outcome. Two main groups can now be distinguished; the sphingolipidoses, including the gangliosidoses, where the biochemical defect is known, and the neuronal storage diseases, where the abnormal or excess storage material is present but the enzyme defect is not yet recognised. Zeman and Dyken1 suggested the term neuronal ceroid lipofuscinosis (NCL) for the latter group, referring to the accumulation of pigment with staininig reactions similar to ceroid or lipofuscin, 'aging pigment'. Each group comprises several subtypes which are inherited as autosomal recessives.
Case reports A family is described in which three, possibly four, children of a sibship of seven have late infantile NCL. In addition, the children have an arthropathy. This association has not been described previously and may represent a further subtype of NCL.
The parents are Pakistani first cousins. There was no other relevant family history and neither showed any clinical abnormality. At the time of her first pregnancy the mother was 23 years of age and the father 30 years of age. The mother attended antenatal clinics regularly and her eight children were delivered in hospital in the UK. She has had no Received for publication 27 The three children in the family described have NCL confirmed by examination of three tissues, bone marrow, skin, and synovium. The clinical presentation is consistent and conforms to the late infantile form. However, there is some discrepancy in certain of the features.
The histological picture within the three children varies. Case 1 has predominantly curvilinear inclusions in keeping with the late infantile picture. Case 2 has mainly fingerprint inclusions but with occasional curvilinear bodies. Case 3 has fingerprint inclusions characteristic of the juvenile type. It is recognised that the electronmicroscopy findings vary and therefore it has been suggested that the clinical presentation should determine the type. 4 The association of NCL with an arthropathy is interesting. In case 1 neurological symptoms preceded the joint involvement, whereas in case 2 the arthropathy was present for over 2 years before the onset of neurological impairment. The affected boy, case 3, does not have abnormal joints, but the younger boy, case 4, has the identical distribution of joint abnormalities to his sister but is developmentally normal with no histological evidence of NCL.
None of the children has evidence of primary joint disease. ASO titres, acute and convalescent We suggest two possible explanations. The first is that this family demonstrates two autosomal recessive diseases which have segregated, neuronal ceroid lipofuscinosis and arthropathy of unknown origin. If this is correct, then the inclusion bodies present in the synovial tissue probably demonstrate only an aspect of the generalised neurological disorder. The second explanation is that this family has neuronal ceroid lipofuscinosis with the additional and specific involvement of synovial tissue.
The accumulation of lysosomal material secondary to an unknown metabolic abnormality is possibly age dependent. It is conceivable that within the next few years, the youngest child (IV-6) will develop progressive neurological problems and biopsies will then become positive. If so, the arthropathy may become a marker for this type of NCL.
On balance, we feel that this is more likely than the chance association of two very rare autosomal recessive diseases manifesting in this Asian family.
